The families studied in this report were collected as part of a larger investigation into various aspects of myotonic dystrophy. Of the 81 families studied, 27 were personally interviewed. Information on the remaining 54 families was obtained by chart review.
Using his series of patients gathered before the special significance of the neonatal type was recognised, and classifying the patients by symptoms retrospectively, he concluded that 9% of the offspring of women with myotonic dystrophy will be severely affected and survive, 12% will die neonatally or be stillborn, and 29% will become affected later in life. His group of severely affected surviving offspring is probably analogous to our neonatal myotonic dystrophy series, and our estimate of 5 9 % is not significantly different from his estimate of 9 %. In conclusion, we estimate that the rate of recurrence of neonatal myotonic dystrophy is 29% for affected mothers. Affected mothers with no previous neonatally affected children face approximately a 6 % risk of having a child with the neonatal type. These risk estimates will be of value in the management and genetic counselling of families with myotonic dystrophy.
